Introduction {#sec1_1}
============

We report a woman with focal dermal hypoplasia (FDH) and Blaschko linear enamel defects. FDH or Goltz-Gorlin respectively Goltz syndrome is a rare genetic skin disorder within the large spectrum of ectodermal dysplasias \[[@B1]\]. The disease is associated with a PORCN gene mutation. Its protein plays a key role in the Wnt pathway, which has an impact on embryonic development. The inheritance is X-linked dominant, therefore 90% of affected people are female. Hemizygous men are not viable \[[@B2]\]. Apart from the skin, common manifestations appear on the teeth, eyes, skeleton and face. Theoretically every tissue of meso- and ectoderm origin can be altered. Intelligence is mostly unaffected \[[@B3]\].

Case Description {#sec1_2}
================

We present a woman (born in 1962) suffering from FDH. The patient has had congenital skin changes and scoliosis since birth.

A first dermatological examination at the age of 19 years showed pigmentary changes, atrophic skin areas and telangiectasias. Hypopigmentation appeared as focal, pea-like, white spots on the thorax, back, forearms, knees, front thighs and secondary inguinal. Hyperpigmentation occurred as brown, irregular skin alterations following the lines of Blaschko. Furthermore syndactyly (toes II/III) and fat herniations with piezogenic papules were found. The dental changes included malposition of the lower incisors and vertical grooving of all teeth (fig. [1](#F1){ref-type="fig"}). In context with all the other symptoms and manifestations, these alterations gave a first indication for the diagnosis of FDH.

At the age of 48 years a second consultation took place. In addition to the above-mentioned symptoms and findings, more typical features of the disease were detected. The patient showed microphthalmia on her right eye. She wears contact lenses due to myopia and astigmatism. The case history also revealed that she has been suffering from reflux since the age of 20. Since then, annual ablation of esophageal papillomas was conducted. The clinical examination unveiled fragile teeth with caries. Poikiloderma (skin areas of hypo- and hyperpigmentation, telangiectasis and atrophy), particularly on the legs, was confirmed (fig. [2](#F2){ref-type="fig"}). The patient suffered from circumscribed hair loss (alopecia). Like her mother, she showed dystrophic nails. Beside the scoliosis, a shortening of her left leg was found. The scoliosis led to painful humpback. Slight nail clubbing was observed. The patient suffered from periocular scars (status after several laser therapies) and perioral papules with hypertrichosis.

The patient has already had five abortions and has one son with astigmatism, myopia and hyperopia. Her mother had several abortions too and also showed conspicuous symptoms: slight depigmentation on the legs, lipomas, brittle hair and teeth variations.

Molecular genetic testing confirmed the diagnosis of FDH. A mutation in the PORCN gene was found, potentially in condition of mosaicism. The accurate position is c.1284+1 in intron 14.

The further procedure includes frequent dermatological examinations (due to painful skin lesions), search for the mutation (identified in the patient) in the mother and physiotherapy to strengthen the musculoskeletal system.

Discussion {#sec1_3}
==========

Our patient shows typical signs of FDH. Beside the atrophic skin areas and fat herniations, hypo- and hyperpigmentation along the Blaschko lines were found. The orthopedic ailments consist of syndactyly and scoliosis with its consequences (e.g. pain). Moreover, eyes abnormalities and recurring esophageal papillomas disturb the patient\'s wellbeing. The clinical features are generally more pronounced on her left side, an interesting observation already described in other cases. The presumable cause is selective X inactivation \[[@B2]\].

In our case the dental changes include malposition, fragile teeth, enamel hypoplasia with caries and generalized vertical enamel grooving, all distinctive signs for Goltz syndrome \[[@B4]\]. The vertical ridges of the teeth run along the Blaschko lines. Those lines represent epidermal cell migration and proliferation of embryonal development. Normally invisible, they only become manifest in a few skin diseases \[[@B3]\]. We hypothesize that, in the context of typical skin changes, visible Blaschko lines on the teeth in the form of vertical grooves are almost pathognomonic for FDH. Still, for a definite diagnosis, a detailed clinical investigation of the whole patient and a genetically proven mutation is required in any case. A possible differential diagnosis of dental analogies of Blaschko lines with enamel impairment is X-linked amelogenesis imperfecta, though those patients normally do not show any other symptoms than caries, abnormal color and temperature hypersensitivity of the teeth \[[@B5]\].

The diagnosis in our patient was confirmed by genetic testing. The patient has a mutation in the PORCN gene. Unfortunately her mother did not agree to genetic counseling and analysis, thus we do not know for sure whether it is a familial or a sporadic case of FDH. However, this case provides evidence for an inherited, familial case. Mother and daughter had several abortions and both show dystrophic nails. Furthermore the mother suffers from depigmentation of the skin, multiple lipomas, brittle hair and dental changes, without a doubt characteristic symptoms for FDH. However, without the genetic proof of mutation the disease cannot be verified 100%. Our patient\'s son cannot have inherited the mutation from his mother due to the fact that heterozygous male embryos are not viable. Males survive only in mosaic form or as Klinefelter syndrome \[[@B6]\]. The described eye changes are consequently independent from FDH. He does not show any other symptoms of the disease.

On suspicion of familial cases of Goltz syndrome, genetic counseling and analysis is highly recommended. Once the disease-causing gene in a family is identified, prenatal molecular genetic testing can be conducted in expectation of pregnancy. Mothers with FDH show a higher rate of miscarriages and stillbirths \[[@B3]\].

Conclusion {#sec1_4}
==========

Striated lines on the teeth in combination with skin changes and further meso-/ectodermal alterations point to the diagnosis of Goltz syndrome (FDH). Especially the dental ridges, representing Blaschko lines, are almost pathognomonic. However, not all patients present them. If suspicious features on the skin are found, the teeth should be examined and vice versa. In any case cooperation between dermatologists, dentists and other specialists is required for the diagnosis and treatment of FDH.

In familial cases genetic counseling is highly recommended, so that the exact location of the PORCN gene mutation can be identified. If patients desire to have children, the identified mutation simplifies prenatal molecular genetic testing.
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